Examination under anaesthesia at 4 months of age showed a perforation of the right cornea with a prolapsed iris. The corneal opacity in the left eye was at the level of the posterior stroma. In addition, there were peripheral synechiae and collarette adhesions, retinoscopy showed 10 dioptres of myopia, and examination of the fundus showed a myopic disc. The lens was clear and intraocular pressures were normal.
microphthalmia, and a corneal opacity of the left eye (fig 1) . Minor cutaneous syndactyly was present on the second/third toe of the right foot. Examination under anaesthesia at 4 months of age showed a perforation of the right cornea with a prolapsed iris. The corneal opacity in the left eye was at the level of the posterior stroma. In addition, there were peripheral synechiae and collarette adhesions, retinoscopy showed 10 dioptres of myopia, and examination of the fundus showed a myopic disc. The lens was clear and intraocular pressures were normal.
At 8 months of age-her height and weight were below the 3rd centile and her early developmental milestones were within normal limits allowing for the degree of visual handicap. In addition, her skin lesions were much less obvious.
Cranial CT scan was normal apart from some enlargement of the third ventricle. Steroid sulphatase activity was present at a normal female level.
Cytogenetics
Routine peripheral blood chromosome analysis showed additional material on the short arm of one X chromosome. The extra material was identified by G, C, and Q banding as being from the long arm of the Y chromosome. The breakpoints appeared to be at Xp22.3 and Yqll.2 (fig 2) .
Studies after BrdU labelling in late S phase showed that the X;Y translocation chromosome was late replicating in all 50 cells examined. Both parents had normal karyotypes. CASE 2 This child was born by forceps delivery, weighing 3900 g, after 42 weeks' gestation. She was the first child of healthy, unrelated parents, the father aged 29 and the mother 28. The mother complained of two brief episodes of abdominal pain at six and 20 weeks of pregnancy.
At birth the baby was noted to have bilateral microphthalmia with a left orbital cyst, linear skin defects in a reticular pattern on the face, neck, shoulders, and upper chest (fig 3) , an anteriorly displaced anus, and a midline sacral dimple surrounded by a flat erythematous area about 1 cm in diameter, resembling a capillary naevus.
At the age of 3 days the left eye and its cyst were removed. The baby fed well and thrived. At 3 months she was found to perceive light and to have visual evoked cortical and electroretinographical responses to a flash stimulus. The skin defects had healed leaving linear atrophic scars. At the age of 7 months she developed meningitis which settled with antibiotics but recurred twice over the next month. Myelography was normal, but surgical exploration showed a dermoid cyst of the spinal theca, which communicated with the sacral skin dimple and which was removed.
At the age of 2 years 10 months her height and weight were well below the 3rd centile and her vision, which had previously been good enough for navigation, had deteriorated to colour perception. She had difficulty in walking long distances and there was a lack of sphincter control in bowel and bladder. Developmental milestones were otherwise normal.
Eye pathology
The enucleated eye showed highly disorganised anterior chamber structures, including sclerocornea with a thickened epithelium above dense collagen with a disorganised, whorled, unlamellated appearance, a focal attempt at Descemet's formation, and adherent vascular iris or ciliary body stroma bordered by a disorganised double layer of pigment epithelium; in some areas a small cyst was formed. Mast Deletion or disruption of coding sequences on Xp is the most obvious explanation for our findings, but it raises two further questions: (1) why has the same syndrome not been described as an X linked gene mutation, and (2) is expression of the condition related to X inactivation?
Among known X linked mutations, the diagnoses of incontinentia pigmenti and Goltz syndrome were considered in our cases but were rejected on clinical Molecular analysis should allow the relative positions of the genes on Xp22-pter to be determined and the relevant coding sequences for this new syndrome to be identified.
